Mr L C, aged 23 History: Born by Casarean section, birth weight 10 lb (4.5 kg). Normal physical development to begin with, but towards the end of his first year he developed hydrocephalus which followed a morbilliform febrile illness. On admission to the Hospital for Sick Children, Great Ormond Street, he was found to have a subtentorial tumour which was incompletely removed by Mr Wylie McKissock at the National Hospital, Queen Square. He was given a postoperative course of radiotherapy and apparently did well until 1954 when he developed a cataract in the right eye; in 1959 an opacity appeared in the left eye. In 1960 it was found that he had dentigerous cysts which appeared with his second dentition.
He first came under dermatological care at Guy's Hospital in September 1963 when he had symmetrically distributed lesions consisting of pigmented papules, some slightly larger pedunculated lesions, other unpigmented lesions, and large pink irregularly shaped nodules, some of which appeared cystic and others which were encrusted with blood. The lesions were most numerous and prominent in the mid-line of the back, less so on the ventral surface of the trunk. The suboccipital area of the neck was relatively free from lesions, but there were a number on the side of the neck and more began to appear on the face, especially round the eyelids, including the lid margins. One of these lesions was under treatment at Moorfields Hospital when the operation had to be suspended because of an anwsthetic explosion, as a result of which he developed keloidal scars on his face, neck and upper chest, as well as a third degree burn of the scalp margin in the frontal and both temporal regions.
Physical examination: Cardiovascular, respiratory and reticuloendothelial systems, normal. Alimentary system also normal apart from slight degree of tongue-tie.
Skeletal system: Slight lumbar lordosis, but not yet the gibbus which is a feature of the syndrome. Lower end of sternum depressed. X-ray: bifid third right rib, the anterior end of the left fourth and fifth ribs broadened. Dorsal vertebre normal; lumbar vertebra showed decrease in the vertical measurement, while lateral diameter was increased. Hands showed no bony abnormality; soft tissue swelling on left middle finger. X-ray of skull: several burr holes present; cranial vault large with thin bones; sella turcica abnormal in shape, possibly due to the raised intracranial pressure associated with the hydrocephalus in early life, but perhaps due to intrinsic bony abnormality. Facial bones small.
Dental changes: 1960 (aged 11): multiple dentigerous cysts, containing excess cholesterol, in both jaws and associated with upper canines and all four second molars. Further treatment in 1961 and 1962, when cysts now present in lower canines were excised and closed. In 1966 further enucleation of lower second molars. Histology revealed typical dentigerous cysts filled with keratinous material. Finally in 1967 a cyst in the region of the lower left third molar was removed with adjacent bone.
Later skull X-rays showed very marked calcification of the falx and tentorium which is a classic feature of the syndrome.
Cytogenetic studies: These have been carried out sequentially and show some interesting changes. Skin culture derived from normal skin at least 5-8 cm distant from a tumour. This cell line did not grow well. Few cells in metaphase but these showed the normal complement of chromosomes both autosomal and XY gonosomes. In a few of the cells, a marker chromosome indistinguishable from one of those found in the tumour culture was seen.
Tumour culture (tissue derived from basal cell carcinoma): Three cell lines all of 46 chromosomes. Normal cells with 46 chromosomes and the normal XY sex chromosomes and a marker chromosome.
26.6.64: Blood culture -46, XY, normal male. 9.6.64: Tissue culturemodal number 46; all cells from this culture showed gross structural abnormalities and no two had identical analyses. 19.1.68: Karyotype reporttumour cells from this patient showed an immense range of abnormal karyotypes.
Neuropathology: Section typical of 'desmoplastic' form of medulloblastoma showing islets of tumour cells (Fig 1A) surrounded by reticular tissue (Fig IB) . Treatment and progress: The multiple basal cell carcinoma and nevi have responded extremely well to 5% 5-fluorouracil ointment which has resulted already in the successful eradication of a large proportion of the lesions. Indeed, the only one that has required surgical treatment is that on the margin of his left lower lid as 5-fluorouracil is not suitable for treating lesions very close to the eye.
The keloids have responded extremely well to treatment consisting of penicillamine 300 mg daily with 20 mg of pyridoxine. As well as this, Haelan tape (impregnated with fluorinated steroid) has helped enormously with the flatter lesions.
Comment
This patient is of considerable interest from several points of view. He presents with most of the manifestations of this autosomal dominant disorder including the intracranial tumour (Rubinstein & Northfield 1964 
